SEQUENCE LISTING 



<110> Schutte, Brian C. 

Murray, Jeffrey C. 
Kondo, Shinji 
Dixon, Michael J. 

<120> IRF6 POLYMORPHISMS ASSOCIATED WITH CLEFT LIP AND/OR PALATE 

<130> P06215US01 

<140> US 

<141> 2004-05-06 

<150> US 60/468,191 
<151> 2003-05-06 

<160> 3 

<170> Patentln version 3.2 

<210> ~1 

<211> 2171 

<212> DNA 

<213> Homo sapiens 



<220> 

<221> variation 

<222> (3).. (3) 

<223> G to A (exon 3) 

<220> 

<221> variation 

<222> (5).. (5) 

<223> C to T (exon 3) 

<220> 

<221> variation 

<222> (17).. (17) 

<223> 17ins(C) (exon 3) 

<220> 

<221> variation 

<222> (48).. (48) 

<223> A to T (exon 2) 

<220> 

<221> variation 

<222> (49).. (49) 

<223> 49del (CAGGTGGATAGTGGCC (exon 3) 
<220> 

<221> variation 

<222> (52).. (52) 

<223> G to A (exon 3) 



<220> 

<221> variation 

<222> (53).. (53) 

<223> T to C (exon 3) 

<220> 

<221> variation 

<222> (69).. (69) 

<223> C to A (exon 3) 

<220> 

<221> variation 

<222> (115) . . (115) 

<223> C to G (exon 3) 

<220> 

<221> variation 

<222> (178) . . (178) 

<223> T to G (exon 4) 

<220> 

<221> variation 

<222> (182) . . (182) 

<223> C to G (exon 4) 

<220> 

<221> variation 

<222> (197) . . (197) 

<223> A to C (exon 4) 

<220> 

<221> variation 

<222> (202) . . (202) 

<223> C to T (exon 4) 

<220> 

<221> variation 

<222> (208) . . (208) 

<223> G to C (exon 4) 

<220> 

<221> variation 

<222> (226) . . (226) 

<223> C to T (exon 4) 

<220> 

<221> variation 

<222> (244) . . (244) 

<223> C to A (exon 4) 

<220> 

<221> variation 

<222> (250) . . (250) 

<223> C to T (exon 4) 

<220> 

<221> variation 
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<222> 
<223> 



(251) . . (251) 
G to A (exon 4) 



<220> 
<221> 
<222> 
<223> 

<220> 
<221> 
<222> 
<223> 

<220> 
<221> 
<222> 
<223> 

<220> 
<221> 
<222> 
<223> 

<220> 
<221> 
<222> 
<223> 

<220> 
<221> 
<222> 
<223> 

<220> 
<221> 
<222> 
<223> 

<220> 
<221> 
<222> 
<223> 

<220> 
<221> 
<222> 
<223> 

<220> 
<221> 
<222> 
<223> 

<220> 
<221> 
<222> 
<223> 



variation 
(262) . . (262) 
A to C (exon 4) 



variation 
(265) . . (265) 
A to G (exon 4) 



variation 
(268) . . (268) 
A to G (exon 4) 



variation 
(274) . . (274) 
G to T (exon 4) 



variation 
(292) . . (292) 
G to C (exon 4) 



variation 
(352) . . (352) 
C to T (exon 4) 



variation 
(466) . . (466) 
466ins(C) (exon 5) 



variation 
(558) . . (558) 
C to A (exon 6) 



variation 
(576) . . (576) 
G to A (exon 6) 



variation 
(634) . . (634) 
634ins(CCAC) (exon 6) 



variation 
(657) . . (657) 

657del(CTCTCTCCC)ins(TA) (exon 6) 
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<220> 

<221> variation 

<222> (744) . . (744) 

<223> 744del(CTGCC) (exon 7) 

<220> 

<221> variation 

<222> (749) . . (749) 

<223> G to A (exon 7) 

<220> 

<221> variation 

<222> (759).. (759) 

<223> T to A (exon 7) 

<220> 

<221> variation 

<222> (795) . . (795) 

<223> 795del(C) (exon 7) 

<220> 

<221> variation 

<222> (818) . . (818) 

<223> A to G (exon 7) 

<220> 

<221> variation 

<222> (842) . . (842) 

<223> 842del(A) (exon 7) 

<220> 

<221> variation 

<222> (870) . . (870) 

<223> 870del (CACTAGCAAGCTGCTGGAC) Ins (A) (exon 7) 
<220> 

<221> variation 

<222> (881) . . (881) 

<223> T to C (exon 7) 

<220> 

<221> variation 

<222> (889) . . (889) 

<223> G to A (exon 7) 

<220> 

<221> variation 

<222> (958) . . (958) 

<223> A to G (exon 7) 

<220> 

<221> variation 

<222> (961) . . (961) 

<223> G to A (exon 7) 

<220> 
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<221> variation 

<222> (974) . . (974) 

<223> G to A (exon 7) 

<220> 

<221> variation 

<222> (1034) . . (1034) 

<223> T to C (exon 7) 

<220> 

<221> variation 

<222> (1040) . . (1040) 

<223> G to T (exon 7) 

<220> 

<221> variation 

<222> (1106) . . (1106) 

<223> T to C (exon 8) 

<220> 

<221> variation 

<222> (1122).. . (1122) 

<223> C to G (exon 8) 

<220> 

<221> variation 

<222> (1162) . . (1162) 

<223> A to G (exon 8) 

<220> 

<221> variation 

<222> (1177) .. (1177) 

<223> C to T (exon 8) 

<220> 

<221> variation 

<222> (1234) . . (1234) 

<223> C to T (exon 9) 

<220> 

<221> variation 

<222> (1288) . . (1288) 

<223> G to A (exon 9) 

<220> 

<221> variation 

<222> (1381) . . (1381) 

<223> 1381ins(C) (exon 9) 

<400> 1 

gagctcggcg cacctgggct gggcaggtaa gggctggtgc gggacgggga gaggaacctg 60 
cagtccctac ttgggtagag ccaggcgccc cttggctaag acgtcgagga gcgtggtagc 120 
gacgggtgat cttcgctgcg gacttggttc ggagggacgt ccgcttctgg tggacagatt 180 
gagcaaagaa tctttgagcg gtcaagggaa agacaagccg actcttcaga tccctgtgga 240 
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cacactgcct 


gctcttccat 


atcatggccc 


tccacccccg 


cagagtccgg 


ctaaagccct 


300 


ggctggtggc 


ccaggtggat 


agtggcctct 


accctgggct 


catctggcta 


cacagggact 


360 


ctaaacgctt 


ccagattccc 


tggaaacatg 


ccacccggca 


tagccctcaa 


caagaagagg 


420 


aaaataccat 


ttttaaggcc 


tgggctgtag 


agacagggaa 


gtaccaggaa 


ggggtggatg 


480 


accctgaccc 


agctaaatgg 


aaggcccagc 


tgcgctgtgc 


tctcaataag 


agcagagaat 


540 


tcaacctgat 


gtatgatggc 


accaaggagg 


tgcccatgaa 


cccagtgaag 


atatatcaag 


600 


tgtgtgacat 


ccctcagccc 


cagggctcga 


tcattaaccc 


aggatccaca 


gggtctgctc 


660 


cctgggatga 


gaaggataat 


gatgtggatg 


aagaagatga 


ggaagatgag 


ctggatcagt 


720 


cgcagcacca 


tgttcccatc 


caggacacct 


tccccttcct 


gaacatcaat 


ggttctccca 


780 


tggcgccagc 


cagtgtgggc 


aattgcagtg 


tgggcaactg 


cagcccggag 


gcagtgtggc 


840 


ccaaaactga 


acccctggag 


atggaagtac 


cccaggcacc 


tatacagccc 


ttctatagct 


900 


ctccagaact 


gtggatcagc 


tctctcccaa 


tgactgacct 


ggacatcaag 


tttcagtacc 


960 


gtgggaagga 


gtacgggcag 


accatgaccg 


tgagcaaccc 


tcagggctgc 


cgactcttct 


1020 


atggggacct 


gggtcccatg 


cctgaccagg 


aggagctctt 


tggtcccgtc 


agcctggagc 


1080 


aggtcaaatt 


cccaggtcct 


gagcatatta 


ccaatgagaa 


gcagaagctg 


ttcactagca 


1140 


agctgctgga 


cgtcatggac 


agaggactga 


tcctggaggt 


cagcggtcat 


gccatttatg 


1200 


ccatcaggct 


gtgccagtgc 


aaggtgtact 


ggtctgggcc 


atgtgcccca 


tcacttgttg 


1260 


ctcccaacct 


gattgagaga 


caaaagaagg 


tcaagctatt 


ttgtctggaa 


acattcctta 


1320 


gcgatctcat 


tgcccaccag 


aaaggacaga 


tagagaagca 


gccaccgttt 


gagatctact 


1380 


tatgctttgg 


ggaagaatgg 


ccagatggga 


aaccattgga 


aaggaaactc 


atcttggttc 


1440 


aggtcattcc 


agtagtggct 


cggatgatct 


acgagatgtt 


ttctggtgat 


ttcacacgat 


1500 


cctttgatag 


tggcagtgtc 


cgcctgcaga 


tctcaacccc 


agacatcaag 


gataacatcg 


1560 


ttgctcagct 


gaagcagctg 


taccgcatcc 


ttcaaaccca 


ggagagctgg 


cagcccatgc 


1620 


agcccacccc 


cagcatgcaa 


ctgccccctg 


ccctgcctcc 


ccagtaattg 


tgaatgccat 


1680 


cttcttcctt 


ctctttttta 


taatattgta 


catatggatt 


tttttattgt 


ttagatttaa 


1740 


ccagctttta 


aatctctctt 


ttctctaaca 


gtgttagaag 


tttgtgattc 


tccaaatatg 


1800 


cctagattta 


aagctgattt 


aatttatgga 


aaaatcaccc 


ttcagacttt 


gcttttcttt 


1860 


ttcaaatctc 


ctaatggtag 


tatgatatag 


catagtagaa 


ggagatttgg 


cctgggagtt 


1920 
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tggacaccaa agttctagct gcagctttgc ttccaatgtg accttgaaca agtcctttaa 1980 

cctctgggct tcagatttat tgcttataaa gtgaagagat tggagtagtg cctgaaattg 2040 

catccagctt tagaacggac tcaatgacct tcttctactt gtacaaggct aaactgcctg 2100 

gaacagaatc cttctgcatt gttcttgtac cacatttttc cttggttttg ttaaagtttc 2160 

ctcaagcact a 2171 



<210> 2 
<211> 467 
<212> PRT 



<213> Homo sapiens 



<220> 

<221> MI SC_FEATURE 

<223> 5' UTR to Met 

<220> 

<221> VARIANT 

<222> (1)..(1) 

<223> Metllle 

<220> 

<221> VARIANT 

<c222> (2).. (2) 

<223> Ala2Val 

<220> 

<221> VARIANT 

<222> (6).. (6) 

<223> Arg6fs 

<220> 

<221> VARIANT 

<222> (17) . . (17) 

<223> Glnl7fs 

<220> 

<221> VARIANT 

<222> (18).. (18) 

<223> Vall8Met 

<220> 

<221> VARIANT 

<222> (18).. (18) 

<223> Vall8Ala 

<220> 

<221> VARIANT 

<222> (39).. (39) 

<223> Pro39Ala 

<220> 
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<221> VARIANT 

<222> (60).. (60) 

<223> Trp60Gly 

<220> 

<221> VARIANT 

<222> (61).. (61) 

<223> Ala61Gly 

<220> 

<221> VARIANT 

<222> (66).. (66) 

<223> Lys66Thr 

<220> 

<221> VARIANT 

<222> (68).. (68) 

<223> Gln68X 

<220> 

<221> VARIANT 

<222> (70).. (70) 

<223> Gly70Arg 

<220> 

<221> VARIANT 

<222> (76).. (76) 

<223> Pro76Ser 

<220> 

<221> VARIANT 

<222> (82).. (82) 

<223> Gln82Lys 

<220> 

<221> VARIANT 

<222> (84).. (84) 

<223> Arg84Cys 

<220> 

<221> VARIANT 

<222> (84).. (84) 

<223> Arg84His 

<220> 

<221> VARIANT 

<222> (89).. (89) 

<223> Lys89Glu 

<220> 

<221> VARIANT 

<222> (90) . . (90) 

<223> Ser90Gly 

<220> 

<221> VARIANT 

<222> (92).. (92) 



<223> Glu92X 
<220> 

<221> VARIANT 

<222> (98).. (98) 

<223> Asp98His 

<220> 

<221> VARIANT 

<222> (118) . . (118) 

<223> Glnll8X 

<220> 

<221> VARIANT 

<222> (156) . . (156) 

<223> Hisl56fs 

<220> 

<221> VARIANT 

<222> (186) . . (186) 

<223> Cysl86X 

<220> 

<221> VARIANT 

<222> (192) . . (192) 

<223> Trpl92X 

<220> 

<221> VARIANT 

<222> (212) . . (212) 

<223> Ser212fs 

<220> 

<221> VARIANT 

<222> (219) . . (219) 

<223> Ser219fs 

<220> 

<221> VARIANT 

<222> (248) . . (248) 

<223> Gly248fs 

<220> 

<221> VARIANT 

<222> (250) . . (250) 

<223> Arg250Gln 

<220> 

<221> VARIANT 

<222> (253) . . (253) 

<223> Tyr253X 

<220> 

<221> VARIANT 

<222> (265) . . (265) 

<223> Leu265fs 



<220> 

<221> VARIANT 

<222> (273) . . (273) 

<223> Gln273Arg 

<220> 

<221> VARIANT 

<222> (274) . . (274) 

<223> Val274Ile 

<220> 

<221> VARIANT 

<222> (294) . . (294) 

<223> Leu294Pro 

<220> 

<221> VARIANT 

<222> (297) . . (297) 

<223> Val297Ile 

<220> 

<221> VARIANT 

<222> (320) . . (320) 

<223> Lys320Glu 

<220> 

<221> VARIANT 

<222> (321) . . (321) 

<223> Val321Met 

<220> 

<221> VARIANT 

<222> (325) . . (325) 

<223> Gly325Glu 

<220> 

<221> VARIANT 

<222> (345) . . (345) 

<223> Leu345Pro 

<220> 

<221> VARIANT 

<222> (347) . . (347) 

<223> Cys347Phe 

<220> 

<221> VARIANT 

<222> (369) . . (369) 

<223> Phe369Ser 

<220> 

<221> VARIANT 

<222> (374) . . (374) 

<223> Cys374Trp 

<220> 

<221> VARIANT 



<222> (388).. (388) 

<223> Lys388Glu 

<220> 

<221> VARIANT 

<222> (393) . . (393) 

<223> Gln393X 

<220> 

<221> VARIANT 

<222> (412) . . (412) 

<223> Arg412X 

<220> 

<221> VARIANT 

<222> (430) . . (430) 

<223> Asp430Asn 

<220> 

<221> VARIANT 

<222> (461) . . (461) 

<223> Pro461fs 

<400> 2 

Met Ala Leu His Pro Arg Arg Val Arg Leu Lys Pro Trp Leu Val Ala 
15 10 15 



Gin Val Asp Ser Gly Leu Tyr Pro Gly Leu lie Trp Leu His Arg Asp 
20 25 30 



Ser Lys Arg Phe Gin lie Pro Trp Lys His Ala Thr Arg His Ser Pro 
35 40 45 



Gin Gin Glu Glu Glu Asn Thr lie Phe Lys Ala Trp Ala Val Glu Thr 
50 55 60 



Gly Lys Tyr Gin Glu Gly Val Asp Asp Pro Asp Pro Ala Lys Trp Lys 
65 70 75 80 



Ala Gin Leu Arg Cys Ala Leu Asn Lys Ser Arg Glu Phe Asn Leu Met 
85 90 95 



Tyr Asp Gly Thr Lys Glu Val Pro Met Asn Pro Val Lys lie Tyr Gin 
100 105 110 



Val Cys Asp lie Pro Gin Pro Gin Gly Ser lie lie Asn Pro Gly Ser 
115 120 125 
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Thr Gly Ser Ala Pro Trp Asp Glu Lys Asp Asn Asp Val Asp Glu Glu 
130 135 140 



Asp Glu Glu Asp Glu Leu Asp Gin Ser Gin His His Val Pro lie Gin 
145 150 155 160 



Asp Thr Phe Pro Phe Leu Asn lie Asn Gly Ser Pro Met Ala Pro Ala 
165 170 175 



Ser Val Gly Asn Cys Ser Val Gly Asn Cys Ser Pro Glu Ala Val Trp 
180 185 190 



Pro Lys Thr Glu Pro Leu Glu Met Glu Val Pro Gin Ala Pro lie Gin 
195 200 205 



Pro Phe Tyr Ser Ser Pro Glu Leu Trp lie Ser Ser Leu Pro Met Thr 
210 215 220 



Asp Leu Asp lie Lys Phe Gin Tyr Arg Gly Lys Glu Tyr Gly Gin Thr 
225 230 235 240 



Met Thr Val Ser Asn Pro Gin Gly Cys Arg Leu Phe Tyr Gly Asp Leu 
245 250 255 



Gly Pro Met Pro Asp Gin Glu Glu Leu Phe Gly Pro Val Ser Leu Glu 
260 265 270 



Gin Val Lys Phe Pro Gly Pro Glu His lie Thr Asn Glu Lys Gin Lys 
275 280 285 



Leu Phe Thr Ser Lys Leu Leu Asp Val Met Asp Arg Gly Leu lie Leu 
290 295 300 



Glu Val Ser Gly His Ala lie Tyr Ala lie Arg Leu Cys Gin Cys Lys 
305 310 315 320 



Val Tyr Trp Ser Gly Pro Cys Ala Pro Ser Leu Val Ala Pro Asn Leu 
325 330 335 



lie Glu Arg Gin Lys Lys Val Lys Leu Phe Cys Leu Glu Thr Phe Leu 
340 345 350 



Ser Asp Leu lie Ala His Gin Lys Gly Gin lie Glu Lys Gin Pro Pro 
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355 



360 



365 



Phe Glu lie Tyr Leu Cys Phe Gly Glu Glu Trp Pro Asp Gly Lys Pro 
370 375 380 



Leu Glu Arg Lys Leu lie Leu Val Gin Val lie Pro Val Val Ala Arg 
385 390 395 400 



Met lie Tyr Glu Met Phe Ser Gly Asp Phe Thr Arg Ser Phe Asp Ser 
405 410 415 



Gly Ser Val Arg Leu Gin lie Ser Thr Pro Asp lie Lys Asp Asn lie 
420 425 430 



Val Ala Gin Leu Lys Gin Leu Tyr Arg lie Leu Gin Thr Gin Glu Ser 
435 440 445 



Trp Gin Pro Met Gin Pro Thr Pro Ser Met Gin Leu Pro Pro Ala Leu 
450 455 460 



Pro Pro Gin 
465 



<210> 3 

<211> 19 

<212> DNA 

<213> Homo sapiens 



<220> 

<221> misc_f eature 

<223> 870del (CACTAGCAAGCTGCTGGAC) Ins 
(A) 

<400> 3 

cactagcaag ctgctggac 
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